[Hereditary Creutzfeldt-Jakob disease caused by a mutation at codon 200].
A typical case of genetic Creutzfeldt-Jakob disease in a 39-year-old woman without remarkable familial history is described. Initial symptoms were disequilibrium, cerebellar syndrome and complex neurovisual complaints. EEG was pseudoperiodic. NSE and 14-3-3 protein levels were elevated in the CSF. MRI showed anomalies of the anterior parts of the putamen and the caudate nuclei on the MRI T2 FLAIR sequence, mainly on diffusion sequences. A quinacrine test did not yield any effect. Death eventually occurred 8 months after the first symptoms. Current data on genetic Creutzfeldt-Jakob disease are briefly reviewed.